Introduction
Isochromosome is a structural chromosome aberration consisting of two short arms or two long arms, which are derived by abnormal centromere division or sisterchromatid exchange. [1] Kabuki syndrome (KS, OMIM 147920) was described in 1981 by two Japanese groups [Niikawa et al. and Kuroki et al.] as a multiple congenital anomaly/mental retardation syndrome of unknown etiology. More than 350 affected individuals have been reported. The phenotypic features (regardless of ethnic origin) resemble the make-up of actors in Kabuki (traditional Japanese theater). [2] Here, we report a patient with Kabuki syndrome (KS) phenotype and mosaicism for 45,X/46,X,i(X)(q10) present in the peripheral lymphocytes.
Case Report
A 4-year-old female child was referred to the medical genetics out patient clinic for investigation of dysmorphic features and developmental delay. She was the second child of natural conception to nonconsanguineous parents. She was born after 40 weeks of gestation by caesarean section. There was no history of antenatal problems, exposure to drugs or medical illness during pregnancy. Her mother and father were 27 and 31 years old, respectively, at conception. The child was born 8 years after marriage, and the pedigree analysis revealed mental retardation in the paternal first cousin. Her elder 10-year-old female sibling is normal. Her electrocardiogram was within normal limits. Her renal ultrasound was performed, and it was normal.
Intelligence has been suggested. [3] [4] [5] Because the etiology of this condition is not clear and diagnostic testing is currently not available, it is generally agreed that the characteristic facial gestalt is necessary to make this diagnosis. hip dislocation and seizures. There have also been a number of less-frequent findings reported in KS, including visceral abnormalities and susceptibility to frequent infections. [6] In our case, facial dysmorphism, dermatoglyphic abnormalities, minor features (blue sclera, hearing loss) and mild learning disability were found.
Various autosomal chromosome aberrations have been reported in patients with KS, including an interstitial duplication of 1p [dup (1) [7] Sex chromosome aberrations found in association with KS that have been reported are pericentric inversion of the Y chromosome, ring Y, ring X and 45, X. X-chromosome aberrations have been reported frequently in individuals with KS, which have led some authors to postulate that KS may be due to abnormalities involving the pseudoautosomal region of the X chromosome. Based on the expression of interferon regulatory factor 6 (IRF6) gene product along the medial edge of the fusing palate, tooth buds, hair follicles, genitalia and skin throughout the body, Armstrong et al. hypothesized that some of the features found in KS are due to the involvement of the IRF6 gene pathway. Cho KH reported a mosaic karyotype of isochromosome X in one patient with KS; this cytogenetic aberration was observed in our patient also. Isochromosome for the long arm of the X is found in 12-20% of the patients with Turner syndrome, [8] [9] [10] but isochromosome Xq has not been reported in 48 individuals with KS studied by Armstrong et al.
This case has been reported because of the rare association of clinical and cytogenetic findings, which, to our knowledge, is the first cytogenetic report from India. Further genome-wide analysis and a larger number of patient groups need to be examined before postulating a role for mosaic isochromosome Xq in the causation of KS.
